A family is reported in which the 'acromegaloid facial appearance' (AFA) phenotype was segregating through two generations. The five affected persons showed a striking resemblance to the patients previously reported, including progressively coarse acromegaloid-like facial appearance, narrow palpebral fissures, bulbous nose, and thickening of the lips and intraoral mucosa, resulting in exaggerated rugae and frenula. These patients also had increased birth weight and dull mentality. It is unclear if the differences between the two families mark distinct syndromes or simply extend the AFA phenotype.
Case reports This family came to our attention in 1984, when the mother was admitted to our hospital for mild anaemia and suspected hypothyroidism. At that time all family members were evaluated and transmission of an unreported autosomal dominant syndrome from the mother to four of her five children was suspected ( fig 1) . The family was re-evaluated at 11 III the end of 1990 when a diagnosis of AFA syndrome was suspected.
The proband, a 52 year-old woman, was the only term product of healthy, non-consanguineous parents. Birth weight was 4000 g. Her perinatal period was unremarkable and her early developmental milestones were reported to be within normal limits. No learning difficulties were noticed during her school years. She married at 22 years. A photograph taken at that time shows only minimal facial signs, including thickened upper eyelids leading to narrow palpebral fissures and a slight swelling of the lower lip (fig 2) .
During the years 1963 to 1979 she became pregnant 14 times. Eight pregnancies were terminated. The last pregnancy resulted in the premature delivery of stillborn dizygotic twins. The five pregnancies that came to term resulted in three females and one male with AFA syndrome. One boy is normal. Progressive changes in the face and extremities became apparent before the age of 30 years.
When evaluated by us at 52 years (fig 2) , her height was 160 cm and she weighed 63 kg. She had a flat and mildly sloping forehead. The facial skin was thickened, especially around the eyes, leading to narrowed palpebral fissures. The eyebrows were bushy with synophrys. There was hypertelorism, with increased intercanthal distance (> 97th centile). The nose was bulbous with thick nostrils and the nasal septum extended below the nasal alae. The philtrum was slightly elongated. The lips and intraoral mucosa were thickened with exaggerated frenula (fig 3) and rugae and a large tongue. There was also mild micrognathia. The ears were normal. The hands were large (fig 3) with hyperextensible metacarphophalangeal and interphalangeal joints. Dermatoglyphics were normal with 10 whorls on the fingertips and proximally located axial triradii.
She had a normal but dull mentality. A general slowing of all intellectual functions, including speech, was apparent. Thyroid function and growth hormone assays were carried out in the four affected sibs and the results were within normal limits.
Discussion
In this kindred, five persons in two generations have the features of the syndrome originally described by Hughes et al. ' The most striking characteristics in the affected subjects are progressive, coarse facial changes and large hands with doughy skin, but without clubbing, reminiscent of acromegaly, thickened upper eyelids, leading to narrow palpebral fissures, bulbous nose, thickened lips with overgrowth of the intraoral mucosa resulting in exaggerated rugae and frenula, and a large or furrowed tongue. In published photographs from the original family, the eyebrows appeared strikingly highly arched. This was not a feature in our patients. All five affected persons studied by us had increased birth weight. The only unaffected boy in the sibship had a normal birth weight.
Hughes et all found seizures and learning difficulties in only one of the 13 affected persons examined in their family. Since all other affected subjects had normal intelligence it was concluded that mental impairment was not a feature of AFA syndrome. Mental dullness was present in four of the five patients in our family and severe mental retardation in one. Thus, there are marked similarities between these two families, but there are also significant differences which could argue against them being one and the same entity (table) . If the AFA syndrome is segregating in the present family, then our observation extends the AFA phenotype, and also questions the appropriateness of the 'acromegaloid facial appearance' designation for this condition. Progressive facial coarseness is a feature of acromegaly, in which bony deformity of the skull becomes apparent. Consistent features are overgrowth of the frontal, malar, and nasal bones and 
